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Introduction 
In this chapter the term intellectual disability is defined. It will be 
shown that intellectual disability is identified by the presence of “a sig-
nificantly reduced ability to understand new or complex information 
(impaired intelligence) along with a reduced ability to cope inde-
pendently (impaired social functioning), and which occurred before 
18yrs of age”1. 
The chapter outlines that there is general agreement that 3–4/1000 of 
the general population will have a severe intellectual disability, and 
that 25–30/1000 of the general population will have a mild intellectual 
disability2.  
Also outlined are the various ways in which a diagnosis, or assess-
ment, of intellectual disability is made. A range of known causes and 
manifestations of intellectual disability will be provided.  
Above all else it will be emphasized that people with intellectual disa-
bility, regardless of the impact of their disabilities, share a common 
humanity with that of their fellow citizens in their communities, and in 
the wider society in which they live. Most people desire love and a 
sense of connection with others; they wish to be safe, to learn, to lead a 
meaningful life, to be free from ridicule and harm, to be healthy, and 
free from poverty, and in this respect people with intellectual disability 
are no different to any of us. 
All health and social care workers, especially intellectual disability 
nurses, have a professional responsibility to bring about their inclu-
sion, into their communities, by adhering at all times to a value base 
that respects them as fellow citizens.  
This value base leads this chapter to conclude by articulating the na-
ture of intellectual disability nursing, and how this group of profes-
sionals works to support the whole person throughout their lives when-
ever they are in need of such support. 
References 
1 Gates, B; Mafuba, K (2016) Use of the Term ‘Learning Disabilities’ in the United Kingdom: 
Issues for International Researchers and Practitioners.  Learning Disabilities: A contemporary 
Journal. 14.  (1). 9 - 23. 
2 Hatton, C., Emerson, E., Glover, G., Robertson, J., Baines, S. and Christie, A.  (2014) People 
with Learning Disabilities in England 2013.  London: Public Health England.    
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Identifying intellectual disability 
It is essential to stress at the outset of this section that each person with 
an intellectual disability is a unique human being.  Like everyone else, 
each person has their own personality along with a profile of abilities 
and disabilities that can only be understood in the context of their cul-
ture, history, and relationships. Intellectual disability manifests in a 
number of different ways for each individual.  
Intellectual profile 
Intelligence is understood as general ability to make sense of the 
world.  For a person with intellectual disability, the following intellec-
tual abilities may be impaired, but are still present to some degree: 
Verbal abilities 
• Learning quickly and learning from experience 
• Comprehension—understanding situations, knowing socially ac-
cepted norms and being able to weigh up possible options 
• Language—vocabulary may be limited and some people may not  
understand words at all.  Others may recognize words but struggle to 
understand more subtle meanings 
• Abstract thinking—people may find it hard to separate themselves 
from the thing they are thinking about.  Hypothetical situations are  
particularly difficult. 
• Reasoning, planning and solving problems 
Non-verbal abilities 
• Speed of processing—an individual may take a long time to work 
out what is going on in a situation 
• Reasoning—shapes, patterns and numbers may be confusing and  
people can find it hard to put things in order 
• Coordination – there may be difficulty in coordinating movement or 
using fine motor skills. 
Coping with everyday life 
These difficulties in intellectual function can impact on a person’s 
ability to cope with everyday life.  This means that a person with intel-
lectual disability may have a range of difficulties that require support 
in three main areas: 
• Conceptual - language, reading and writing, number including un-
derstanding money and time. 
• Practical - including everything from getting up, washing, dressing 
and cooking through to going to bed.  This also includes staying 
safe, getting out and about, looking after health, and keeping some 
kind of routine.  
• Social - getting on with people and managing social situations.  It in-
cludes know how to avoid being victimized and a having sense of 
self-worth.  
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Aetiology and Phenotypes 
There are a number of people with specific syndromes, and these syn-
dromes may be associated with a particular profile of strengths, limita-
tions and health needs.  For example people who are on the autistic 
spectrum are characterized by specific difficulties with social commu-
nication and information processing.  Information about specific syn-
dromes, and the cause of intellectual disability (where known) can be 
important, therefore, in understanding and predicting possible manifes-
tations of intellectual disability. 
Additional needs 
People with intellectual disability are more likely to have a range of 
additional needs.  Of particular note are: 
• Sensory impairments 
• Epilepsy. 
Context1 
As mentioned above, each person presents with a unique history, back-
ground and set of important relationships.  It is essential to understand 
these alongside the immediate disabilities.  People with intellectual 
disability are likely to be receiving support from their family, or from 
other carers, and these people will have a key role to play in any as-
sessment or intervention. 
 
References 
1 The International Classification of Functioning, Disability and Health - 
http://www.who.int/classifications/icf/en/ - aceesed 03/08/17 
Further reading 
AAID Ad Hoc Committee on Terminology and Classification (2010). Intellectual Disability: 
definition, classification and systems of supports 11th edn. American Association on Intellec-
tual and Developmental Disabilities: Washington 
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Degree of intellectual disability 
As will be seen in the next section, intellectual disability is defined by 
the presence of three criteria.  
 
• The person has an intellectual ability that is significantly below av-
erage.  This is generally measured by a standardized test of intelli-
gence that gives a score (IQ) according to how far an individual is 
from the average of the population.  An individual who consistently 
scores more than 2 Standard Deviations (SD) below the mean on an 
IQ test, that is, a measured IQ of <70, is said to meet the first crite-
ria. 
• There are also difficulties in social functioning.  In other words, the 
person struggles to cope with everyday life 
• The difficulties began before the age of 18.   
 
Intellectual disability has been divided or classified into a number of 
categories to reflect its nature and extent.  These range from ‘border-
line’ through ‘mild’, ‘moderate’ and ‘severe’, to ‘profound’.  It is es-
sential that any classification is approached with caution and must be 
in the interests of the person with intellectual disability.  Examples 
might include eligibility for services or support.   
It is now considered more appropriate to see intellectual disability as 
an interaction between a person, the support they receive, and the envi-
ronment they are in.  
For example: 
Andrew has very significant intellectual disabilities.  He uses a 
wheelchair, he makes his needs known through sounds and facila ex-
pressions, and is understood by people who know him well, but he 
cannot speak or understand words, and he is not able to look after 
even his most basic needs.  He needs a great deal of support to meet 
his basic care, and understand what he is trying to communicate.  He 
also needs an environment with special equipment, and opportunities 
to get out and meet new people: something he loves to do. 
 
Elizabeth has Down syndrome and can communicate very well with 
words.  She looks after herself and can cope well in the community.  
She has to do things one at a time, but can sometimes get over-
whelmed if she feels there is too much to do.  Elizabeth needs some-
one to visit her once a day to make sure she has remembered every-
thing, including her epilepsy medication, and to make sure she is not 
getting overwhelmed. She needs an environment where she has just 
one task at a time to get through the day, and the opportunity to meet 
her family at least once a week. 
 
These examples show that each individual has a unique profile of intel-
lectual disability that impacts on everyday life in different ways.  As-
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sessment of the degree of intellectual disability will identify the abili-
ties and needs of the person as an individual, as well as the level of 
support they may need and the kind of environment and opportunities 
that will enable the person to make the most of their potential and 
achieve their personal goals.1 There are a number of measures availa-
ble to help people understand how much support a person needs in dif-
ferent areas of their life.  These areas might include self-care, going 
out in the community or engaging in work/leisure activities.  The as-
sessment will cover exactly what kind of support is needed i.e. whether 
verbal prompts are sufficient or whether the person needs full physical 
support.  It will also include how often the person needs support and 
perhaps how much time this will take.  
To this is added an assessment of the kind of environment a person 
needs, and the opportunities that are important for them to be healthy, 
enjoy life and achieve their personal goals.  It is always important to 
remember that quality of life and relationships are very important to 
everyone whatever the degree of intellectual disability. 
 
Reference  
1 AAID Ad Hoc Committee on Terminology and Classification (2010). Intellectual Disability: 
definition, classification and systems of supports 11th edn. American Association on Intellec-
tual and Developmental Disabilities: Washington 
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Definition of intellectual disability 
Historically intellectual disability has been understood from a number 
of different theoretical perspectives.  Three key perspectives have led 
to modern definitions of intellectual disability: 
Sociological—people who fall outside accepted norms and expecta-
tions in society.  From this perspective intellectual disability can be 
seen as deviance, where the task of services is to enable people to be 
included in community life.  The alternative is to see intellectual disa-
bility as a subculture that is distinct and different from other groups in 
society.  Here services are intended to empower and support the group. 
Medical—this focuses on the possibility that there is an underlying 
disease or pathology that might at some point be identified, under-
stood, and treated as a medical condition.  There is also a controversial 
notion that prevention of intellectual disability might be an important 
and valid aim. 
Statistical—here it is assumed that any aspect of human behaviour can 
be measured and will have a mean and standard deviation.  In the case 
of intellectual disability there are two aspects of measurement—intelli-
gence as measured by intelligence tests to arrive at an IQ, and adaptive 
behaviour: the ability to cope with the challenges of everyday life.  
People with intellectual disability are defined as those who fall below 
the mean on these measures. 
 
These different  perspectives have produced a common understanding 
that intellectual disability is defined as an interaction between the per-
son and their environment1.  A person may have significant deficits but 
cope well in the right environment, and with the right support.  Minor 
difficulties can be massively handicapping in a world where the person 
is isolated and unsupported. 
These ideas have led to an accepted definition of intellectual disability 
in the UK. There are 3 main components: 
• A significant lifelong difficulty in learning and understanding  
• A significant difficulty in learning and practicing the skills needed to 
cope with everyday life 
• That there is evidence that these difficulties started before 
adulthood.2,3 
These definitions have been worded very carefully from a political 
perspective but they are not sufficiently precise for professional prac-
tice.  It is important, therefore, to add the internationally accepted defi-
nition of intellectual disability, which is;  
“Intellectual disability is characterized by significant limitations in 
both in intellectual functioning and in adaptive behaviour as expressed 
in conceptual, social and practical adaptive skills. This disability orig-
inates before age 18”4 
 
Crucially, this definition is underpinned by 5 assumptions each of 
which must be considered when using the definition.  These assump-
tions include the importance of understanding people with intellectual 
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disabilities in terms of what an ordinary life in the community might 
look like for a person of similar age and background.  They stress the 
importance of linguistic and cultural diversity when making assess-
ments, and the need to remember the strengths and gifts of the person, 
in addition to any limitations.  One of the main reasons to assess intel-
lectual disability is to identify the support a person needs rather than to 
assign a category.  Assessment is only to be carried out if it is of bene-
fit to the person, and always remembering that, with good support, an 
individual’s quality of life will generally get better. 
 
References 
1 Hatton, C., Emerson, E., Glover, G., Robertson, J., Baines, S. and Christie, A.  (2014) People 
with Learning Disabilities in England 2013.  London: Public Health England.   
 
2 Department of Health (2001). Valuing People: a New Strategy for Learning Disability in the 
21st Century. Cmnd 5086. HMSO: London. 
3 Scottish Executive (2000). The Same as You: a Review of Services for People with Learning 
Disabilities. Scottish Executive: Edinburgh. 
4 AAID Ad Hoc Committee on Terminology and Classification (2010). Intellectual Disability: 
definition, classification and systems of supports 11th edn. American Association on Intellec-
tual and Developmental Disabilities: Washington 
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Incidence and prevalence of  
intellectual disability 
Calculating the incidence of people with intellectual disability is diffi-
cult because there is no way of detecting the vast majority of those in-
fants who have intellectual disability at birth. Therefore to arrive at 
any estimate one has to use cumulative incidence, and this has been 
calculated at 8yrs of age as 4.9/1000 for severe intellectual disability 
and 4.3/1000 for mild intellectual disability.1 
It is only obvious manifestations of intellectual disability that can be 
detected at birth—e.g. Down syndrome (see b Carers’ assessment, 
p.xx), and for these conditions it is possible to calculate incidence. 
Therefore it is more usual to refer to prevalence of intellectual disabil-
ity, and where there is no obvious physical manifestation at birth, diag-
nosis must be delayed in order to await significant developmental de-
lay along with other manifestations in order to diagnose intellectual 
disability and this why it is more common to talk about prevalence.  
Prevalence is concerned with an estimation of the number of people 
with a condition, disorder or disease as a proportion of the general  
population.  
If IQ were used as an indicator of intellectual disability, then it could 
be calculated that some 2–3% of the population might have an IQ <70. 
Given that a large proportion of the people with such an IQ never 
come into contact with caring agencies, it is more common to refer to 
‘administrative prevalence’, which actually refers to the number of 
people provided with some form of service from caring agencies. 
Historically, there has been a general consensus that the overall preva-
lence of severe learning disabilities is approximately 3–4/1000 of the 
general population.2 
The Department of Health has suggested that mild learning disability 
is quite common; prevalence has been estimated to be in the region of 
20/1000 of the general population. In the UK it has been further calcu-
lated that, of the 3–4/1000 population with an intellectual disability, 
~30% will present with severe or profound learning disabilities. 
Within this group it is not uncommon to find multiple disabilities, in-
cluding physical and, or, sensory impairments, or disability as well as 
behavioural difficulties.  
Emerson et al., drawing on extensive epidemiological data, have con-
firmed the estimation of prevalence for severe learning disabilities1. 
They state it to be somewhere in the region of 3–4/1000 of the general 
population. The prevalence rate Emerson et al., give for the intellectu-
ally disabled population referred to as having mild intellectual disabil-
ity is much more imprecise. It is estimated that it might be 25–30 peo-
ple/1000 of the general population.  Estimates are constantly being re-
vised.  More current calculations suggest that there are 1,06800 people 
with an intellectual disability in England.  This includes 224,930 chil-
dren, 900,900 adults; 177,389 (20%) of who were eligible for annual 
health check, 206,132 (23%) of whom were known to GPs as having 
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an intellectual disability, 429,530 (48%), and recorded  by the Depart-
ment of work and pensions as being  entitled to received Disability 
Living Allowance or Attendance allowance. ³ It has been reported that 
there is a slight imbalance in the ratio of males to females in people 
with both mild and severe learning disabilities, with males having 
slightly higher prevalence rates. There is some evidence of slightly 
higher prevalence rates among some ethnic groups, and this includes 
Black Groups in the USA, and South Asian Groups in the UK.1   
 
Finally, and it is worth noting that there is no ‘absolute’ number of 
people with intellectual disabilities, and this is the case internationally.  
This is because of different diagnostic systems, differences in termi-
nology, and changing conceptualization of what intellectual disabilities 
actually means.  
References 
1 Emerson E, Hatton C, Felce D, Murphy G (2001). Learning Disabilities: The Fundamental 
Facts. The Foundation for People with Learning Disabilities: London.  
2 Department of Health (2001). Valuing People: a New Strategy for Learning Disability for the 
21st Century. CM 5086. HMSO: London 
3 Learning Disabilities Observatory (2015) People with learning disabilities in England 2015: 
Main report http://healthwatchgateshead.co.uk/wp-content/uploads/2016/08/PWLDIE-2015-
final.pdf - Accessed  01-08-2017 
4 Maulik, P. K., Mascarenhas, M. N., Mathers, C. D., Dua, T., & Saxena, S. (2013). Corregen-
dum to Prevalence of intellectual disability: A meta-analysis of population-based studies. Re-
search in Developmental Disabilities, 34,  729. 
Further reading  
Grant G, Goward P, Richardson M, Ramcharan P (2010). Learning Disability: a Life Cycle 
Approach to Valuing People. Open University Press: Milton Keynes. 
Gates, B, & Mafuba, K., (2015). Learning Disability Nursing, Modern Day Practice. CRC Press. 
Taylor and Francis, Oxford.  
http://www.bild.org.uk/resources/figures/ - Accessed  01-08-2017 
http://www.scld.org.uk/wp-content/uploads/2015/08/Learning-Disability-Statistics-Scotland-
2014-report.pdf - Accessed  01-08-2017 
http://www.niassembly.gov.uk/globalassets/documents/raise/publications/2014/employ-
ment_learning/5014.pdf - Accessed  01-08-2017 
https://statswales.gov.wales/Catalogue/Health-and-Social-Care/Social-Services/Disability-
Registers/personswithlearningdisabilities-by-localauthority-service-agerange - Accessed  01-
08-2017 
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Diagnosing intellectual disability 
That this section concerns the diagnosis of intellectual disability would 
seem to imply that people with intellectual disability are the preserve 
of the medical model: this is not so. In the context of this section, it 
will be shown that identifying an intellectual disability is arrived at in 
a number of ways, and by different professionals; this may or may not 
include a medical diagnosis.  
Diagnosing or identifying intellectual disabilities 
The vast majority of parents will have no evidence that their child will 
have intellectual disability before birth. Only a minority of parents 
have advance warning, possibly from screening investigations such as 
blood tests and ultrasound scans, or diagnostic investigations such as 
amniocentesis, chorionic villous sampling or other tests undertaken be-
cause the parents are perceived as being at a high risk. 1  
Unless a definite physical abnormality or characteristic signs (as in 
children with Down syndrome) are present at birth, or a traumatic de-
livery has taken place, intellectual disability is seldom suspected or di-
agnosed at birth. A diagnosis can vary from the confirmation of the 
presence of a specific condition (e.g. Down syndrome) to a much 
broader diagnosis of developmental delay with no specific condition 
identified.  
Intellectual disability is usually identified during childhood or some-
times later during adolescence, but in order to meet most international 
criteria for being classified as intellectually disabled this should be be-
fore 18yrs of age, or if identified later in life there should be sufficient 
evidence available that this commenced before 18yrs. Those children 
with severe or profound intellectual disability are likely to be noticed 
earlier as having intellectual disability at a younger age than those with 
mild to moderate intellectual disability. Therefore, intellectual disabil-
ity is most often diagnosed in early childhood when a child fails to 
reach ‘normal’ developmental milestones.  
During this period, parents may have expressed concerns over the na-
ture of their child’s progress and suspect that a problem exists. It is un-
professional and potentially dangerous if those in contact with the par-
ents at this time (e.g. GP, health visitor, paediatrician or other nurses) 
dismiss parental concern and label them as ‘overanxious’ or ‘overpro-
tective’. Such judgements are prejudicial and negate parents’ concerns 
subsequently; they have no place in family centred services. Rather a 
regular check should be kept on the child’s progress, more frequently 
than the usual screening checks, and records kept. It is a relief to both 
parents and professionals, after a period of observation, to be able to 
show that their child is reaching normal milestones. The prospects of 
active family involvement will be damaged in the short term, and pos-
sibly for several years, when a diagnosis of intellectual disability is 
confirmed despite repeated concerns having been previously raised 
only to be dismissed or largely ignored.  
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Finally it is important to identify the nature and extent of intellectual 
disability and either exclude or include other more specific develop-
mental disorders that are sometimes present, for example ASD, 
ADHD, or dyspraxia (developmental coordination disorder).  
Conclusion 
Identification of the cause of intellectual disability and the provision 
of an early diagnosis are crucial to: 
• identify the range of therapeutic approaches that may be used to  
ameliorate the effects of the condition, including the mobilization of 
specific resources 
• reduce the possibility of inadequate adaptation by the parents to their 
child and thereby hopefully avoid rejection.  
• limit the feelings of self-blame that may be experienced by some  
parents of children with intellectual disability 
• understand the possible manifestation of the identified condition 
over a defined period of time 
• establish, in some cases, the degree of risk to other family members 
of the condition reoccurring in their siblings and offspring.  
References 
1 Gates, B; Mafuba, K (2015) Use of the term learning disabilities in the United Kingdom: 
Contemporary issues for international researchers and practitioners.  Learning Disabilities: A 
contemporary Journal.  14. (1). 9 - 23. 
Further reading  
Grant G, Goward P, Richardson M, Ramcharan P (2010). Learning Disability: a Life Cycle 
Approach to Valuing People. Open University Press: Milton Keynes. 
Overview of Learning (Intellectual) Disability in Children 
http://www.intellectualdisability.info/families/overview-of-learning-disability-in-children/ [ac-
cessed March 2016] 
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Causes and manifestations of  
intellectual disability 
Intellectual disability is thought to affect an estimated 150,000 in-
fants/year.  Either born with, or later diagnosed as having intellectual 
disability.1 The reported frequency of intellectual disability varies 
across studies, but overall rates of 1–3% of the general population 
have been found, with a male: female ratio of 1.3:1, mainly attributed 
to X-linked intellectual disability.2 
In 40–80% of individuals with intellectual disability cause cannot be 
determined.1  Establishing the cause of intellectual disability can ena-
ble  accurate information about any diagnosis reached to be imparted 
to patients and families, as well as assisting precise rather than empiric 
recurrence risks.2 Recent progress in genetic testing such as next gen-
eration sequencing, has facilitated genetic diagnosis in unexplained 
cases of intellectual disability, developmental delay (DD) and Multiple 
Congenital Abnormalities (MCA) with or without intellectual disabil-
ity / DD. 3   Discovering and diagnosing the molecular basis of rare ge-
netic disorders and of intellectual disability, developmental delay and 
multiple congenital abnormalities has provided valuable new insights 
into the mechanisms and treatment or management of disorders. 4 It 
has also provided information for affected families about disease prog-
nosis, clarification of recurrence risks, access to disease-specific sup-
port groups and new insights into the impact on parental quality of life 
of a diagnosis being made in previously undiagnosed conditions. 5.  
Multiple Congenital Abnormalities can result from experiences in the 
prenatal environment that interfere with brain and CNS development 
and functioning. Intellectual disability is a feature of numerous con-
genital conditions, but 5–15% are thought to result from genetic disor-
ders. Abnormalities associated with chromosomes and/or genes can of-
ten disrupt physical and/or intellectual development.  
Intellectual disability can result from a singular cause or insult during 
pregnancy or can arise from a combination of factors such as: 
Genetic abnormalities 
Genetic abnormalities may be subdivided into chromosomal, single 
gene, multifactorial, mitochondrial, and/or somatic cell disorders. Rec-
ognized Mendelian patterns of inherited disorders include autosomal 
dominant, autosomal recessive and X-linked (see b Common condi-
tions among people with intellectual disability, p.xx). 
Exposure to environmental agents/teratogens 
Environmental agents that cause disruption in normal prenatal devel-
opment are known as teratogens. Foetal development can be disrupted 
by teratogenic exposure to chemicals, drugs or diseases.  
Chemicals: Examples of chemicals with known teratogenic effect in-
clude; excessive radiation, smoking, and alcohol.  
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Drugs: Examples of drugs include so-called ‘recreational’ illegal sub-
stances, and also prescribed drugs, which may have teratogenic effects 
(e.g. benzodiazepine, cocaine or phenytoin).  
Diseases: Examples of diseases with known teratogenic effect include 
toxoplasmosis, cytomegalovirus, or rubella.  
It is now recognized that an embryo may be susceptible to virtually 
any substance if exposure to the substance is sufficiently concentrated.  
A number of broad generalizations have emerged from research into 
teratogens, for example, some individual embryos and pregnancies are 
more susceptible to exposure, and/or there may be developmental peri-
ods which are critical or sensitive with regard to specific teratogen ex-
posure.  
Intrauterine or birth trauma 
Where there is a clear biological cause of Intellectual disability, for ex-
ample, oxygen deprivation at birth or placental insufficiency.  
Prematurity  
Intellectual disability caused by premature birth due to interruption of 
the normal course and duration of maturation in the uterine environ-
ment or due to trauma(s) experienced in the perinatal period following 
premature birth.  
Postnatal developmental period 
Intellectual disability may be caused in the immediate postnatal period, 
if there is interruption, disruption or damage of a sufficient, significant 
level to the normal course of development. Examples would include in-
fections such as meningitis, or trauma such as severe or intractable epi-
lepsy or head injury. 
 
References 
1 Wynbrandt J, Ludman MD (2008). The Encyclopedia of Genetic Disorders and Birth Defects. 
3rd edition  Facts on File Inc.: New York.  
2 Firth HV, Hurst JA (2017). Oxford Desk Reference. Clinical Genetics. Oxford University 
Press: Oxford. 
3 Vissers, LE de Ligt J et al., (2010) A de novo paradigm for mental retardation. Nature Genetics 
42: 1109-1112.  
4 Boycott KM, Vanstone MR et al., (2013) Rare-disease genetics in the era of next-generation 
sequencing: discovery to translation. Nature Review Genetics. 14: 681-691.  
5 Lingen M, Albers, L et al., (2016) Obtaining a genetic diagnosis in a child with disability: 
impact on parental quality of life. Clinical Genetics 89: 258-266. 
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Common conditions among people  
with intellectual disability 
Genetic diseases and disorders with associated intellectual disability  
may be subdivided into chromosomal, single gene, multifactorial, and 
mitochondrial disorders. Recognized Mendelian patterns of inherited 
single gene disorders include autosomal dominant, autosomal reces-
sive and X-linked inheritance.  
Chromosomal disorders 
The normal chromosome complement for humans is 46 chromosomes 
and these occur in pairs. Pairs 1 to 22 are called autosomes and are 
common to both genders. The 23rd pair are the sex chromosomes be-
cause they relate to gender. Thus normal male chromosome comple-
ment is 46 XY [see Figure 1.1 for examples of normal karyotypes], 
whereas female chromosome complement is 46 XX. An abnormal 
chromosome complement can be the result of loss, duplication, or rear-
rangement of genetic material.  
Aneuploidy is the condition in which the chromosome number in the 
cells of an individual is not an exact number of the typical chromosome 
complement of 46 XX or 46 XY. There may be a full extra chromosome, 
called trisomy, or there may be a complete loss or absence of a chromo-
some, called monosomy.1 Examples of trisomy include trisomy 21 
(Down syndrome), trisomy 18 (Edwards syndrome), or trisomy 13 
(Patau syndrome). An example of monosomy that may be but is not al-
ways associated with intellectual disability  is monosomy X (Turner 
syndrome).  
Single gene disorders 
Genes located on the X chromosome are referred to as X-linked genes 
and those on the autosomes as autosomal genes. Of each of the pairs in 
a chromosome set, one is derived from each parent, so each pair of 
chromosomes will have a comparable gene located at the same posi-
tion on each chromosome pair, which may be referred to as alleles. 
Therefore, with the exception of the X and Y chromosomes in males, 
each gene is present in two copies, one from each parent. A gene muta-
tion indicates a changed or altered gene.2 These principles of domi-
nant, recessive and X-linked inheritance patterns reflect Mendelian 
laws of inheritance.2 
Autosomal dominant—a gene mutation in one of a pair of genes, 
which produces an abnormal characteristic despite the presence of the 
other normal or unaltered copy, is referred to as dominant. Examples 
of autosomal dominant disorders often associated with differing de-
grees of intellectual disability include Apert syndrome, myotonic dys-
trophy (early onset and congenital cases frequently associated with in-
tellectual disability, though adult onset infrequently associated with in-
tellectual disability), tuberous sclerosis. 
Autosomal recessive—a gene mutation that causes an abnormal char-
acteristic only when present in both copies of a gene is referred to as 
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recessive. Examples of autosomal recessive disorders causing, or often 
associated with, differing degrees of intellectual disability include ga-
lactosaemia, Sanfilippo syndrome, Tay–Sachs disease, phenylketonu-
ria.  
X-linked—The sex chromosomes consist of two X chromosomes in a 
normal female, and one X and one Y chromosome in a male. There-
fore females have two copies of each X chromosome gene, one from 
each parent, but males have only one copy of each gene on the X chro-
mosome. Mutations on the X chromosome may be described as domi-
nant or recessive. X-linked dominant mutations may manifest obvious 
clinical effects in both males and females, whereas X-linked recessive 
mutations usually manifest in males but have minimal, or no, effect on 
(carrier) females. Examples of X-linked disorders causing, or often as-
sociated with, differing degrees of intellectual disability include fragile 
X syndrome, Coffin–Lowry syndrome, adrenoleucodystrophy.  
Multifactorial/polygenic disorders 
In multifactorial/polygenic disorders, both genetic and environmental 
factors combine to influence the manifestation of the disorder. Such 
disorders, although frequently exhibiting familial clustering and raised 
recurrence risks in relatives, do not conform to Mendelian laws of 
gene transmission. Examples of multifactorial disorders include neural 
tube defects, orofacial clefting, and pyloric stenosis.  
Mitochondrial disorders 
Mitochondria of cells contain DNA, which has unique features that 
distinguish it from nuclear DNA. Mitochondrial DNA is exclusively 
maternally inherited, with few, very rare, exceptions. Paternal mito-
chondria enter the egg on fertilization only in miniscule proportions 
and are usually rapidly eliminated early in embryogenesis.3 Examples 
of mitochondrial inherited disorders include MERRF and MELAS. 
Further reading 
Harper P (2018). Practical Genetic Counselling. 8th edn. CRC Press: London. 
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Figure 1.1 Normal karyotytpe of a male 
 
 
Normal karyotytpe of a female 
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Defining intellectual disability nursing 
Intellectual disability nursing is associated with supporting or caring 
for people with intellectual disability who have a broad range of health 
and social care needs and simultaneously supporting their families and 
carers1,2 .  Registered Nurses Intellectual disability (RNID) work with 
people with intellectual disability, their families and carers within a di-
verse range of settings, providing both generalist and specialist nursing 
care3.         
What do intellectual disability nurses do? 
The modern day practice environment for intellectual disability nurs-
ing is located in a landscape of complex service provision that in-
cludes; residential care homes, independent living homes, supported 
living and people with intellectual disability living in family homes1.  
Some intellectual disability nurses work in specialist health and, or, so-
cial care services; such as assessment and treatment services, and chal-
lenging behaviour services1.      
RNID’s  have an in-depth knowledge of the population they care for, 
and a wide variety of skills, used to make a real and significant contri-
bution to meeting the health needs of people with intellectual disabil-
ity.  They bridge a gap between primary, secondary and tertiary care 
services.   
The population of children, adults and older people with intellectual 
disability is increasing and changing4 due to improved pre-term neona-
tal survival rates, and a growing number of adults with intellectual dis-
ability living into older age5.  
Also to be found are larger service configurations and, or, very special-
ist settings such as treatment and assessment services, or out reach 
community challenging behaviour servicess. They may also be found 
working in other specialist health or social care settings such as hos-
pices or homes for older people, as well as acute hositals in liaison 
roles.  
 
Intellectual disability nursing today 
RNIDs currently work in various organizational settings that include: 
NHS, local authority, private, statutory, and third sector. Typically 
they are likely to work in inter-professional teams and for multiple 
agencies. Recent changes are beginning to dictate a spectrum of new 
roles that are undertaken by RNIDs, for example nurses working in 
healthcare teams such as acute hospitals, mental health services, and 
primary care.   In the UK and Ireland the nurses’ role include:  
• Health facilitation - acute liaison role4,6 , annual health checks for 
people with intellectual disability,  
• Assessing and responding to the diverse complex health needs expe-
rienced by people with intellectual disability6 through assessing and 
treatment in in-patient services, secure services, forensic services,  
• Specialist roles in community teams for people with intellectual dis-
ability, criminal justice system, research, advising on intellectual 
disability issues,  
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• RNIDs advising and providing a consultant nurse role,  
• Academic/clinical career in Higher Education  
• Leadership - strategic roles in commissioning of services for people 
with intellectual disability. 
 
References 
1 Gates, B. (2015) The nature of learning disabilities and their relationship to learning disability 
nursing.  In: Gates, B. and Mafuba, K. Learning Disability Nursing: Modern Day Practice.  
London: CRC Press.  
2 Mafuba, K.  (2015) History and modern-day practice of learning disability nursing.  In: Gates, 
B. and Mafuba, K. Learning Disability Nursing: Modern Day Practice.  London: CRC Press.   
3 U.K. Chief Nursing Officers (2012) Strengthening the Commitment: The Report of the UK 
Modernising Learning Disabilities Nursing Review.  Edinburgh: Scottish Government.   
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with Learning Disabilities in England 2013.  London: Public Health England.   
5 Royal College of Nursing (2014) Learning from the past – setting out the future: Developing 
learning disability nursing in the United Kingdom.  An RCN position statement on the role of 
the learning disability nurse.  London: RCN.    
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Further reading  
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The purist form of nursing 
The context of intellectual disability nursing 
The practice setting for intellectual disability nursing is located in 
complex landscapes of service provision. This includes, for example, 
residential care homes, independent living, supported living arrange-
ments, as well as people with intellectual disability living in their own 
homes and family homes. There are also larger service configurations 
and very specialist settings such as assessment and treatment services, 
less commonly challenging behaviour units, as well as specialist 
health, or social care settings, such as hospices for children with life-
limiting conditions, or homes for older people. RNIDs work with peo-
ple from birth through to death, some of whom require a range of sup-
ports throughout their lives ranging from minimal support through to 
intensive holistic nursing aimed at meeting their multidimensional 
needs. This is why intellectual disability nursing is often referred to as 
the ‘purist’ form of nursing; unlike our colleagues in other fields of 
nursing practice, they do not concentrate on specific manifestations of 
physical ill health or trauma, nor do they focus on mental health and 
well-being, or children, or childbirth for that matter; rather they offer 
support to people with intellectual disability and their families that is 
all embracing, and quite literally from the birth through to the death.  
The purist approach 
In order to offer comprehensive nursing interventions that meet the 
multidimensional needs of people with intellectual disability, it is nec-
essary to adopt a structured approach. A comprehensive needs assess-
ment (physical, psychological, social, spiritual, and emotional) has to 
be completed. If a nurse is required to work with someone with intel-
lectual disability and their families, it is necessary that their needs are 
assessed and incorporated into an individual care plan, taking their de-
sires, wishes, and aspirations into account. The nurse must work 
closely with the client’s family, care providers, and other profession-
als, as this broad approach may bring very important and essential in-
formation to light for assessment, as well as care plan development; its 
approach, delivery, and management. This is followed by construction 
of a written care plan that is then implemented and followed, with on-
going review and evaluation. It is this very structured approach, with 
partnership working that ensures consideration of the multidimension-
ality of people.  This coupled with person-centred, co-produced plan-
ning, allow these nurses to claim, and validate, that what they do is the 
purist form of nursing.  
A modelled approach 
In response to social and political influences, the area of intellectual 
disability care models, and that of care planning, have changed consid-
erably; so, therefore, has the practice of RNIDs.1 For example, during 
the last century, intellectual disability services were dominated by a 
medical model of care that emphasized the biological needs of people 
and the need to ‘cure’ physical problems in order to allow a person to 
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function in society. Most people with intellectual disability have now 
moved out of long-stay hospitals, but there remains concern that the 
powerful effects of the medical model continue to influence care pro-
vided in smaller community based residences. Klotz, for example, has 
argued that use of the medical model has pathologized and objectified 
people with intellectual disability, leading to them being seen as ‘less 
human’.2 Therefore, it is important that intellectual disability nurses 
use a nursing model to guide their care and support in practice, to en-
sure that what they offer is holistic. It must be remembered, therefore, 
that the use of such a model must hold the person with intellectual dis-
ability as central to the care-planning process, and that the nurse must 
be mindful they use such a model to promote what is best for that per-
son. There are numerous nursing models that can be adapted and used 
in a variety of health and social care settings. Some nursing models, 
such as Orem’s self-care3, Roper’s (2002) activities of daily living,4 
and Aldridge5 are all well-known, and seemingly most used in intellec-
tual disability nursing. It should be remembered that they may not be 
seen as relevant or ideal for all people with intellectual disability, but 
they can generally be adapted relatively easily, and then become ideal 
frameworks for the assessment of health as well as more general 
needs.  
References 
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nursing.  In.  Gates, B; Mafuba, K. (2015) Learning Disability Nursing: Modern Day Practice.  
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3 Orem DE (1991). Nursing: Concepts of Practice. St Louis: Mosby. 
4 Roper N, Logan W, Tierney A (2002). The Elements of Nursing, 4th edn. Churchill Living-
stone: Edinburgh. 
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Principles and values of social policy 
and their effects on intellectual  
disability 
Across the UK and RoI current policies underpinning services for peo-
ple with intellectual disability have been in place since the early 2000s. 
Since 2000, each of the countries of the UK have published substantial 
reviews of their policy guiding the development and delivery of ser-
vices1,2,3,4,5. These consistently highlight the importance of supporting 
people as individuals, and giving due regard to their human, civil and 
legal rights. 
The key principles within these documents (outlined below) are largely 
consistent, although are times slightly different language may be used 
to express similar ideas.  
• People should be valued and this should be reflected in them hav-
ing the same legal and civil rights as all citizens of the country and 
discrimination on all grounds including disability should be chal-
lenged.  
• People should be helped and supported to do everything they are 
able. The starting presumption should be one of maximizing inde-
pendence, rather than dependence. Independence in this context does 
not mean doing everything unaided. 
• People should be actively included in a valued way in all aspects 
of society. Often referred broadly under the principle of ‘inclusion’. 
This is demonstrated by enabling people to do ordinary things, make 
use of all community, social and health services, and be included 
fully in the local community. 
• People should be directly and actively involved in making deci-
sions that affect them. They should be asked about the services 
they need, wish to use and be involved in making choices. This in-
cludes people with severe and profound disabilities who, with the 
right help and support, can make important choices and express pref-
erences about their day-to-day lives. People should access independ-
ent advocacy services. 
• People should have services that take account of their individual  
age, abilities, and other needs. General services are required to 
make ‘reasonable adjustments’ to maximize the accessibility and 
positive outcomes for people using these services. When necessary 
people should have access to high quality specialist social, health, 
and educational services. 
• People with intellectual disabilities should have full access to ser-
vices that demonstrably improve their physical and mental 
health. It is recognized that many people with intellectual disabili-
ties continue to have poorer health than other members of the gen-
eral population and less access to health promotion. In addition it 
has been found that despite some improvements to general health 
services and services for people with intellectual disabilities that 
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many people with intellectual disabilities continue to have less ac-
cessibility and poorer quality of services6. There is an emphasis that 
all general health services, including primary care, general hospital, 
mental health services and palliative care to ensure the services they 
provide are fully accessibility to people with intellectual disabilities.  
 
Alongside this there is a need for intellectual disabilities services to 
recognize their limitations and to effectively collaborate with general 
health services, including the need to become more skilled at looking 
after the physical and mental health promotion and care of people with 
intellectual disabilities. 
Room for improvement  
Despite the national policy documents and a wide range of supporting 
more specific documents, progress to implementing the principles 
underpinning these policies has been patchy and limited in many 
places.   
Repeated investigations into services for people with intellectual dis 
bilities (look at website of care regulators in your respective jurisdis 
tion) have concluded people with intellectual disabilities continue to be 
marginalized, have limited access to general services in their local 
communities and continue to be at risk of abuse within services and 
local communities.  
These limitations have often been linked to a lack of proactive steps 
to promote the rights of people with intellectual disabilities as citizens 
of the country. This is further compounded by poor governance and 
safeguarding within the leadership and management of services.  
Nurses should seriously consider the need to implement these princi-
ples and use them as important guidelines in all aspects of making de-
cisions and their actions in working with people with intellectual disa-
bilities.  In considering your professional practice professional and 
care regulators will expect you to explain how you took these into ac-
count. 
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Holism and working across the life 
span  
Holistic nursing for health  
Holistic approaches to nursing seek to promote nursing interventions 
that adopt a whole-person approach or what is now increasingly re-
ferred to as a person centred approach. This means providing nursing 
that responds to the various dimensions of being, and these typically 
include attention to the physical, emotional, social, economic, and spir-
itual needs of people.  
Working holistically across the life span 
Being healthy is a positive state of being that we all seek. We are con-
stantly exposed to factors throughout our lives that have the potential 
to compromise our health. The health of people with intellectual 
disability is likely to be compromised by inequity and inequality, and 
thus they are susceptible to health loss. To seek health gain and health 
maintenance for this group will sometimes require the support of an 
RNID. This can occur throughout the life span from childhood to old 
age, and in end of life care.  Wherever RNIDs practice they must re-
member that holistic co-produced care plans and delivery form an es-
sential part of their everyday practice. RNID can enable people with 
intellectual disability to obtain good quality care. But in order to do 
this they must reflect on their practice and use the best possible evi-
dence to meet their multidimensional needs—thus providing person-
centred holistic care. RNIDs have many dimensions and responsibili-
ties to their role; however, supporting people with intellectual 
disability to reach their goals by living their lives as fully and inde-
pendently as possible is by far the most vital. As registered health care 
professionals they have a duty of care, and they have to act within the 
best interests of their clients at all times. This necessarily includes 
planning and delivery of care that attends to the holistic nature of the 
people they are supporting.  
 
Further reading  
McCormack B, McCance T, eds. (2016) Person-centred Practice in Nursing and Healthcare. 
Oxford.. Wiley Blackwell.  
Journal of Holistic Nursing. Available at; http://www.sagepub.co.uk/journalsProd-
Desc.nav?prodId=Journal200847 
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